
Genetics
Home
Reference

Your Guide to Understanding
Genetic Conditions

Kawasaki disease
Kawasaki disease is a sudden and time-limited (acute) illness that affects infants and
young children. Affected children develop a prolonged fever lasting several days, a
skin rash, and swollen lymph nodes in the neck (cervical lymphadenopathy). They also
develop redness in the whites of the eyes (conjunctivitis) and redness (erythema) of
the lips, lining of the mouth (oral mucosa), tongue, palms of the hands, and soles of the
feet.

Without treatment, 15 to 25 percent of individuals with Kawasaki disease develop
bulging and thinning of the walls of the arteries that supply blood to the heart muscle
(coronary artery aneurysms) or other damage to the coronary arteries, which can be
life-threatening.

Frequency

In the United States and other Western countries, Kawasaki disease occurs in
approximately 1 in 10,000 children under 5 each year. The condition is 10 to 20 times
more common in East Asia, including Japan, Korea, and Taiwan.

Genetic Changes

The causes of Kawasaki disease are not well understood. The disorder is generally
regarded as being the result of an abnormal immune system activation, but the triggers
of this abnormal response are unknown. Because cases of the disorder tend to cluster
geographically and by season, researchers have suggested that an infection may be
involved. However, no infectious agent (such as a virus or bacteria) has been identified.

A variation in the ITPKC gene has been associated with an increased risk of Kawasaki
disease. The ITPKC gene provides instructions for making an enzyme called inositol
1,4,5-trisphosphate 3-kinase C. This enzyme helps limit the activity of immune system
cells called T cells. T cells identify foreign substances and defend the body against
infection. Reducing the activity of T cells when appropriate prevents the overproduction
of immune proteins called cytokines that lead to inflammation and which, in excess,
cause tissue damage. Researchers suggest that the ITPKC gene variation may
interfere with the body's ability to reduce T cell activity, leading to inflammation that
damages blood vessels and results in the signs and symptoms of Kawasaki disease.

It appears likely that other factors, including changes in other genes, also influence the
development of this complex disorder.



Inheritance Pattern

A predisposition to Kawasaki disease appears to be passed through generations in
families, but the inheritance pattern is unknown. Children of parents who have had
Kawasaki disease have twice the risk of developing the disorder compared to the
general population. Children with affected siblings have a tenfold higher risk.

Other Names for This Condition

• acute febrile mucocutaneous lymph node syndrome

• Kawasaki syndrome

• KD

• mucocutaneous lymph node syndrome

Diagnosis & Management

These resources address the diagnosis or management of Kawasaki disease:

• Cincinnati Children's Hospital Medical Center
https://www.healthychildren.org/English/health-issues/conditions/heart/pages/
Kawasaki-Disease.aspx

• Genetic Testing Registry: Acute febrile mucocutaneous lymph node syndrome
https://www.ncbi.nlm.nih.gov/gtr/conditions/C0026691/

• National Heart, Lung, and Blood Institute: How is Kawasaki Disease Treated?
https://www.nhlbi.nih.gov/health/health-topics/topics/kd/treatment

These resources from MedlinePlus offer information about the diagnosis and
management of various health conditions:

• Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

• Drug Therapy
https://medlineplus.gov/drugtherapy.html

• Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html

• Genetic Counseling
https://medlineplus.gov/geneticcounseling.html

• Palliative Care
https://medlineplus.gov/palliativecare.html
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Additional Information & Resources

MedlinePlus

• Encyclopedia: Kawasaki Disease
https://medlineplus.gov/ency/article/000989.htm

• Health Topic: Kawasaki Disease
https://medlineplus.gov/kawasakidisease.html

Genetic and Rare Diseases Information Center

• Kawasaki disease
https://rarediseases.info.nih.gov/diseases/6816/kawasaki-disease

Additional NIH Resources

• National Heart, Lung, and Blood Institute: How is Kawasaki Disease Treated?
https://www.nhlbi.nih.gov/health/health-topics/topics/kd/treatment

• National Heart, Lung, and Blood Institute: Kawasaki Disease
https://www.nhlbi.nih.gov/health/health-topics/topics/kd/

Educational Resources

• American Academy of Pediatrics
https://www.healthychildren.org/English/health-issues/conditions/heart/pages/
Kawasaki-Disease.aspx

• Centers for Disease Control and Prevention: Kawasaki Syndrome
https://www.cdc.gov/kawasaki/

• Children's Hospital of Wisconsin
http://www.chw.org/medical-care/rheumatology/conditions/kawasaki-disease/

• Disease InfoSearch: Kawasaki Disease
http://www.diseaseinfosearch.org/Kawasaki+Disease/3963

• KidsHealth: Kawasaki Disease
http://kidshealth.org/en/parents/kawasaki.html

• Lurie Children's Hospital of Chicago
https://www.luriechildrens.org/en-us/care-services/conditions-treatments/kawasaki-
disease/Pages/index.aspx

• MalaCards: kawasaki disease
http://www.malacards.org/card/kawasaki_disease
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• National Health Service (United Kingdom)
http://www.nhs.uk/conditions/Kawasaki-disease/Pages/Introduction.aspx

• Orphanet: Kawasaki disease
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=EN&Expert=2331

Patient Support and Advocacy Resources

• American Heart Association
http://www.heart.org/HEARTORG/Conditions/More/Cardiovasc
ularConditionsofChildhood/Kawasaki-Disease_UCM_308777_Article.jsp

• Kawasaki Disease Foundation
http://www.kdfoundation.org/

• Kids With Heart National Association for Children's Heart Disorders
http://kidswithheart.org/

• National Organization for Rare Disorders
https://rarediseases.org/rare-diseases/kawasaki-disease/

• Vasculitis Foundation
http://www.vasculitisfoundation.org/

Genetic Testing Registry

• Acute febrile mucocutaneous lymph node syndrome
https://www.ncbi.nlm.nih.gov/gtr/conditions/C0026691/

ClinicalTrials.gov

• ClinicalTrials.gov
https://clinicaltrials.gov/ct2/results?cond=%22Kawasaki+disease%22

Scientific Articles on PubMed

• PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28Mucocutaneous+Lymph+Node
+Syndrome%5BMAJR%5D%29+AND+%28Kawasaki+disease%5BTI%5D
%29+AND+review%5Bpt%5D+AND+english%5Bla%5D+AND+human%5Bmh%5D
+AND+%22last+1800+days%22%5Bdp%5D

OMIM

• KAWASAKI DISEASE
http://omim.org/entry/611775
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